Recently, a deletion of chromosome 4pter was found in three patients with PittRogers-Danks syndrome. We investigated two of these patients, by means of DNA and FISH studies, together with two additional patients with Pitt-Rogers-Danks syndrome, to determine the critical region of the deletion in these patients and to compare this with the critical region in Wolf-Hirschhorn syndrome.
shows a Southern blot of the pRB1.6 polymorphism (D4S81) for patients 1, 2, and 3 and their parents. In patients 2 and 3 a deletion is present while in patient 1 no deletion is present. From this we conclude that the minimal deleted region in the four patients extends from ID4S126 to the telomere. Patient 1 has received the deleted chromosome from her father. Patient 3 obtained the deleted translocation chromosome from her mother. In patients 2 and 4 it was not possible to determine the parent of origin, because only one parent of each patient was available for analysis. Discussion PRDS is a rare condition and fewer than 20 patients have been recorded.1-6 Recently, in six of these patients, a deletion 4p has been found. 5 she did at the age of 8 years.3 This could be because of a changing phenotype in WHS, although many patients with WHS are diagnosed shortly after birth. In our opinion, WHS and PRDS are two phenotypes caused by a deletion in the same microscopic region on chromosome 4p 16. The difference between the two syndromes is that PRDS is diagnosed in those who have a less severe phenotype and present later, and WHS is diagnosed in those who are more severe and thus present early.
Further work, especially in other PRDS patients, is needed to limit the critical region in PRDS and to confirm or disprove that PRDS and WHS are different expressions of the same chromosomal abnormality and possibly of the same gene.
